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Figure 2A 



promoter and exon 1 

ACTGCGGAGATGAGGGTCTAGAAGGTGGTGGCGGGGCAT 

GTGGACCX3TTGTAAGGGCTCTGGGGTTCCTGGGTG 

GGCGAAOTCCTACTCACAGTGACCAACCATGATGATGGT 

CCCGATAGAGGAGGAGAGGGAGGAGGAGGGAAAAGGAAG 

GGTGAGGGGCTCAGAGGGGAGAGCTGGGAGGAGGGGAGA 

CATAGGTGGGGGAAGGGGTAGGAGAAAGGGGAAGGGAGC 

AAGAGGGTGAGGGGCACCAGGCCCCATAGACGTTTTGGC 

TCAGCGGCCACGAGGCTTCATCAGCTCCCGCCCCAAAAC 

GGAAGCGAGGCCGTGGGGGCAGCGGCAGCATGGCGGGGC 

TTGTCTTGGCGGCCATGGCCCCGCCCCCTGCCCGTCCGA 

TCAGCGCCCCGCCCCGTCCCCGCCCCGACCCCGCCCCGG 

GCCCGCTCAGGCCCCGCCCCTGCCGCCGGAATCCTGAAG 

CCCA AGGCTGCC CGGGGGCGGTCCGGCGGCGCCGGCGAT 

GGGG CplJAAAi^ CACTGGCCACCTGOCGGGCTGCTCC 

TGCGTGCGCTGCCGTCCCGGATCCACCGTGCC1X2TGCGG 

CCTGCGTGCCCGGAGTCCCCGCCTGTGTCGTCTCTGTCG 

CCGTCCCCGTCTCCTGCCAGGCGCGGAGCCCTGCGAGCC 

GCGGGTGGGCCCCAGGGGCGGAGACATG^CTGCTCCGC ft 

CAAAGCGCGCTGGGCTGCGGGGGCGCTGGGGGTGGCGGG 

GCTACTGTGCGCTGTGCTGGGCGCTGTCA 

GGTGCCGTCGCTCATCAAGCAGCAGGTCGTTAAG 

GTGGGTGAGGGAGACCCCAGGGGGTCCGCGCACGGACCC 
GGGCTGTTGGGCGCTGGGCGCCGGGAGGACCCGCGCGTT 
GCGGTGGGTGGGCGACCGCAGCGGAATCGGCGCCCGGGG 
CTGGCGCCGCAGAACACGAGGGAGGCCAGGCGCTTCGGG 
AGGGGCTGCTGCCCGCCTCCCCACCACCCTCACC 



Figure 2B 



exon 2 

AGCCTCATGTGCGAAGGGCTTTCCCACCACCTCCTATCC 
CAAGCTCCCGCCGAGGAGCCCCTTCCCTGGCCGGGCTCG 
GGCAGCTGTTCCGGAGCCTTGTGGTGGGGCGTGGGGCC 
CTCATCACTCTCCTCACAAGCGTACTTGTCCCTTCCC 

CTGCAG 

AACGTGCGC ATGGACCCC! AGTAGCGTG TY'^GT'rCAACATG 

TGGAAGGAOATCCOTATCCCCTTCT^ 

TTCTTTGACnTCATGAACCCCAffl70AGATC CymAAGK3GC 

GAGAAGCCX^AGGTGCGGGAGGGCGGGCTCTACOTGTAC 

AG 

GTGAGGCTGTGTCCACGTGATGGTGGACGGGCCGGCTGA 
CGCTGGGCATGGGACGGGTCTCANAGTGGACGGGATG 
GGGAGGCTGCTGACTGACCCCCAAACATTGTTCCGGAA 
GCACGCAACTCATAGTCGGGGTAAGTGCTACTCCCAAAA 

AAGTTTGCGT 



exon 3 

CATGTCCTGCAGTGGGCAGGCAGCGGGAGGGACAGACTT 

GGCGAAGGGGCCGAGCTCAGCTTTGGCTGTGGGGCCGGA 

GGTGTGCACAGACGTCCAGGGCCCCTGGTTCCCAGGCAG 

GCATTGCAGGCGAGTAGAAGGGAAACGTCCCATGCAG 

CGGGGCGGGGCGTCTGACCCACTGGCTTCCCCCACAG 

GGAGTTCAGGCACAAAAGGAACAT GAGGTTCAACAACAA 
CGACACCGTY^CTTG(^«^AGTACf ^A<^TTGCAGTT 
CGAGGCCTGGAAGTGGGAGGGGTCG^ Af^AGGGAGTACAT 
CprCA'TGCCCAACATCGTGGTCTTG 

GTGAGGCTGCCCTGTGGCCCACGCCGCCTCGCACCCTGA 
CCTCGTCCCCTGTCTCTCCTCCCGCCTGCCCCTTGTG 

cagagagcagtccctgaggtggtcggagcgtggggactc 
acxxx?tggtgggtggctttcggc<^^ 

CACCGCCA 



Figure 2C 



exon 4 

GGTGGTTCTGGTGTCCCAG 

AGGGGCCTCCTGCACCCCAGCATTTCCCTTCATGGGCT 
CTTTGCTGTGAGGCCCAGCTGGGGCCAAGGGAGGATG 
GGCCAGCCACGTCCAGCCTCTGACACTAGTGTCCCTTCG 
CCTTGCAG 

GGTGCGGCGGTGATGATGGAGAATAAGCCCATGACCCTG 

AA(g(^ATCATgACCTT(^ATTCAC^^ 

CGTGCCTTCATGAACCGCACTGTGGGTGAGATCATGTGG 

GGCTACAAGGACCCCTTGTGAATCTCATCAACAAGTACT 

TTCCAGGCATGTTCCCCT^ 

TTGCTGAG 

GTACGTGTGGCCTGGTGAGAAGCCAAAGATTCA^ 

TGTCCTGTCTTCCCCTCACACAGCCTGGACACTGGTC 

ACCAGCTTGCTTTGTAGCTGGCTGGGGATCTAGTGG 

TGGGTTGTAAGTGACTGAGAACCTGACTCAAACCGGCTT 

GAGTGAAA 



exon 5 

CCTCTCGGTCCCCAGACACTGGGCATTTGGCAGTGAACC 

AGATGCTGGGGGCCCTGTCCTTCTGGTGG 

GGGCTCAGCCCAGAATGTTCAGACCAGGCCGGCTCAA 

TGGCAGGCCTAAGCCTTACGATGCTGTTCCCTGCTG 

CTGTAG 

CTCAA^AACTCCGACTCTGX^^ 

GGGGTCCAGAACATCAGCAGGATCCACCTCGTGGACAAG 
TGGAACGGGCTGAGCAAG 

GTGAGGGGCGAGAGGCGAGGGCCCCTGTCGCCAGGGAGA 
GGGGAGGGTGGGCd£pGCCATG(& 

GGGACCAGAGAGCTCCTTCTTCCTTTGTCGTGAAGAG 

GGTGCTGGGAGGATGAACACTCTTGAAGTTGGAGGAGGG 

ATTTTA 



Figure 2D 



exon 6 

TCTCTGTGTGTCTACATAGCCTGCCCTCTTCCCACCGTG 

CCAGTATTGGGAATTGAGTGGCCGTGCGTGCACCAGGGT 

GAGTTAGGTGTGCAGCACCTGAGAGGGCTTATTAAGG 

GGCCTTGGCCCTACTGAGGGGTCTA^ 

CCCCAG 

GTTGACTTCTGGCATTCCGATCAGTOCAACATGATC 

GGAACTTCTGGGCAAATGTGGCCGCCCTTCATC 

GAGTCCTCGCTGGAGTTCT^^ 

GTAATCACTGGGACTCGGGGCCTCCTGGGTTTCC 

AGCTCATGGCCAAATTCTGTGGTGTTGGCTC 

GGAAAGCATTTTGACTCATCGTGGATTTGACTCAGTAG 

CCCTTGGCACCAGCTTGAATTC 

AAAAGC 



exon 7 

GGAGGTCGCTGCAGCTCCGCGGGTGAGAGATGGGGGCGG 

TTTGGACCCGGGAGGTGGTAGCGCCCGTGGGGAGAAGTG 

GCTGGATCTGGGCAGCCTTTGGCAGGGCCTGGCTC 

CGCCGGGTCTGGGTGTCCCCTCTCATCCTGTCTGTCC 

CCTGCAG 

ATCCATGAAGCTAATGTACAAGGAGTCAGGGGTGTTTGA 

AGGCATCCCCACCTATCGCTTCGTGGCTCCCAAAACCCT 

GTTTGCCAACGGGTCCATCTACCCACCCAACGAAGGCTT 

CTGCCCGTGCCTGGAGTCT^ 

CTQCAQGTTCA 

GTACX3TGCCGTCXX!CTC 
TAGGTNTNGGGCACCI^ 

TCTGCn?T2VA0?CTCTGGCCTC*PGTACTCTTGATAACC 
CATTAAGCCAAAAATATGATGCCTCTGGGACGATATCTG 



• # 



Figure 2E 



exon 8 



TGGGGCTTTTTACAGAATGGAGGAAGGGATCCTCTCT 

GTCGGGTATTATGGTCATCGCCACGGGGGTGCCGTGCAG 

ACCACAGCTCTGTGCAGACTTCCGGAGTGGCAGGACGTG 

CCAATATACTGTCGTTGTATGATGTCCCCTCCCTGCCCT 

TGTTGTAG 

GTGCCCCCTTGTTTCTCTCCCATCCTC 

CffiACCCC&TTCTG*^ T 

CTAACCAGGAGGCACACTCCTTGTTCCTGGACATCCACC 

£G 

GTGAGCCCCTGCCATCCTCTGTGGGO 
TGGTTGGAGCACACCTGGCTGCCTCCTCTCTCCCCAG 
GCAGAGAGCTGCTGTGGGCTGGGGTGGTGGGAAGCCTGG 
CTTCTAGAATCTCGAGCCACCAAAGTTCCTTACT 



exon 9 

CCCCAGCCTGTGGCTTGTTTTAGGTAAGATACAAGCAAG 

CTCCACTGGGCAGTTAGCTGGGACGCCCACCCTCTTGAC 

TGGGACCAGGGAAAAGAAGGTTGACTGTGTCCCTGGA 

GCTTGGGGGTGGCCAGTCTCCTCACTGTC 

CAG 

GTCACGGGAATCCCCATGAACTGCTCTGTGAAACTGCA^ 
CTCAGCCTCTACATGAAATCTC^ 

GTGAGTGGGGACTGGGAACTGGGGCTGCATIXX^TC 

AGAGATTANGTGCTCAGTGGTCCAGTGTTCCCAGAC 

TCCCCTGAGATACCCCAGGAAACAGGGCATGG^ 

AGAGGGTCCTATTGGGGGTGGAATCCAGTCCCTGCTG^T 

CTTCTC 



Figure 2F 



exon 10 

ATGGCTCCTAAAGTGTTTCAGCTCATTGOTATATTT^ 
TGGTGAGGGTTTAGTGTGTGCAAAATTATACTAAACC 
TGTTTAGATGTTGTATTCAAGCAGAATTAGATCAAGTTT 
G^TCTAAGACT^TTCCAACACCTATGTCTTGCTTAT 

TTCCAG 

PTYyyPTTGCAGAG 

GTAAGGGTGCGTIX^ACAGCGTCGGGGGCT^^ 
ATAGCCAATGTGGGCATTTGAGGCAGGAGGCGGGGGG 
AGCA^CCTTGTAGAAAGGGAGAGGGCTGAGCCAG^^TAAC 
CGGACTGTTACATGGACCAGCGTATCATACACTTCACCC 

TGTC 



exon 11 

CCTGGAGGGAGGAGGTCCCTGGCAGGCTCCAACACATGC 
TTTAGCCGGGAAGCTTGAGGTGGGGAAAAGCTGAGGCGG 
GCACAGAGGAAGGTGTTGGGTGGCATCTGCGCTGTAG 
CCCG^^^GGCCCCAGCTCATGTCTTTGTCATTCT & 

GTCTCCTCAG 

ArTX-AGCTGOn^TT^ATGCC rft AGGT OATGC ACTATQQC 

GTCCICTGTf" ATY^TGCCA * RTYT'fy^AGC-CAA 

GTAGGTGCTGGCCAGAGGGCAGCCCGGGCTGACAGCCAT 
TCGCTTGCCTGCTGGGGGAAAGGGGCCTCAGATCGGACC 
CO^G^CAACCGCAGCCTGGAGCCCACCTCCAGCAG 
CAGTCCTGCGTCTCTGCCGGAGTGGGAGCGGTCACTGCT 

GGGGG 



Figure 2G 

exon 12 

CCCCACATCTCAGCCACCTC 

GACTCTAAACTTATGTGCCTTTCCTO 

TTTTGCA7VATTGAAGAACCGTGTA2^AACCATTTTTAT 

GTGGCTTCAACGTCAACTATAAAT^ 

CTAG 

GAGAAATGCTATTTATTTTGGAGTAGTAGTAAAAAGGGC 
TCAAAGGATAAGGAGGCCATTCAGGCCTATTCTGAATCC 
CTGATGACATCAGCTCCCAAGGGCTCTGTGCTGCAGGAA 
GCAAAACTGTAG 

GTGGGTACCAGGTAATGCCGTGCGCCTCCCCGCCCCCTC 
CCATATCAAGTAGAATGCTGGCGGCTTAAAACATTTGGG 
GTCCTGCTCATTCCTTCAGCCTCAACTTCACCTGGAG 
TGTCTACAGACTGAAGATGCATATl'TGTGTATTTTGCTO 
TTGGAGAAA 



Figure 3A 



ACCGTGCCTCTGOSGCCTG^^ ^ 



H 



W 



(^GTCCIXSCGAGCCGC^ ATG^GC TGC TCC GCC AAA GCG CGC TGG GCT 

AG A LGVA G ti L CAVIfGAV.M I V 
GCC GGG GCG CTG GGC GTC GCG GOG CTA CTG TGC GCT GTG CTG GQC GCT GTC ATG ATC GTG 

ATG GTG COG TCG CTC ATC AAG CAG CAG GTC CTT AAG I AAC GTG CGC ATC GAC CCC AGT AGC 

I#SFNMWX£XPXPFYI.SVYFF 
CTG TCC TTC AAC ATG TGG AAG GAG ATC CCT ATC CCC TTC TAT CTC TCC GTC TAC TTC TTT 
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PV MNPSEILKGEKPQVRERG 
GAC GTC ATG AAC CCC AGC GAG ATC CTG AAG GGC GAG AAG CCG CAG GTG CGG GAG CGC GGG 

EFRHKSN itfnkndt 
gag ttc agg cac aaa agc aac atc acc ttc aac aac aac gac acc 

vsfleyrtfqfqpskshg se 
gtg tcc ttc ctc gag tac cgc acc ttc cag ttc cag ccc tcc aag tcc cac ggc tcg gag 

SDYIVMPNI' " ~ * ,r 



I* V L 

AGC GAC TAC ATC J^TC ATG CCC AAC ATC CTG GTC TTG 



GAA'VHttEN 
GGT GCG GCG GTG ATG ATG GAG AAT 



KPMTLKLIMTLAFTTLGERA 
AAG CCC ATG ACC CTG AAG CTC ATC ATG ACC TTG GCA TTC ACC ACC CTC GGC GAA CGT GCC 
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FKWRTVGE IMWGYKDPLVNL 

TTC ATG AAC CGC ACT GTG GGT GAG ATC ATG TGG GGC TAC AAG GAC CCC CTT GTG AAT CTC 
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ATC AAC AAG TAC TTT CCA GGC ATG TTC CCC TTC AAG GAC AAG TTC GGA TTA TTT GCT GAG 

LJJNSDSGLFTVFTGVQNISR 
CTC AAC AAC TCC GAC TCT GGG CTC TTC ACG GTG TTC ACG GGG GTC CAG AAC ATC AGC AGG 

IHLVDXWNGLSK" 
ATC CAC CTC GTG GAC AAG TGG AAC GGG CTG AGC AAG 



V'DFWHSDQ 
GTT GAC TTC TGG CAT TCC GAT CAG 



CNMINGTSGQMWPPFMTPES 
TGC AAC ATG ATC AAT GGA ACT TCT GGG CAA ATG TGG CCG CCC TTC ATG ACT CCT GAG TCC 

SIiEFYSPEACRjSMKX.MYKES 
TCG CTG GAG TTC TAC AGC CCG GAG GCC TGC CGR TCC ATG AAG CTA ATG TAC AAG GAG TCA 

GVFEGI PTYRFVAPK TLFAN 
GGG GTG TTT GAA GGC ATC CCC ACC TAT CGC TTC GTG GCT CCC AAA ACC CTG TTT GCC AAC 
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GS iyppnegfcp.clesgiqm 

GGG TCC ATC TAC CCA CCC AAC GAA GGC TTC TGC CCG TGC CTG GAG TCT GGA ATT CAG AAC 

— — ex<ni6 

VSTCRF SAPliFI-SHPHFIiNA 
GTC AGC ACC TGC AGG TTC A3T GCC CCC TTG TTT CTC TCC CAT CCT CAC TTC CTC AAC GCQ 

DPVtrAEAVTGLH PNQEAHSL 
GAC CCG GTT CTG GCA GAA GCG GTG ACT GGC CTG CAC CCT AAC CAG GAG GCA CAC TCC TTG 
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Figure 3B 



=7 £yXTVL I 

fldihpIv tgipmncsvklql 290 

TTC CTG GAC ATC CAC CCGlGTC ACG GGA ATC CCC ATG AAC TGC TCT GTG AAA CTG CAG CTG -^68 

SLYMKSVAGIGiQTGK I E P V V 410 

AGC CTC TAC ATG AAA TCT GTC GCA GGC ATT «^CAA ACT GGG AAG ATT GAG CCT GTG GTC 1348 

It P L L W F A Vf!^'^ MBGETLHTF 430 

CTG CCG CTG CTC TGG TTT GCA GAgIaGC GGG GCC ATG GAG GGG GAG ACT CTT CAC ACA TTC .408 



E K C 570 
GAG AAA TGC 1523 



Y T- Q LVLMPKVMHYAQYVLLA 450 
TAC ACT CAG CTG GTG TTG ATG CCC AAG GTG ATG CAC TAT GCC CAG TAC GTC CTC CTG GCG --68 

— i — 5> e.Kevv,i ^ 

I.GCVLLLVPVICQXRSQ 
CTG GGC TGC GTC CTG CTG CTG GTC CCT GTC ATC TGC CAA ATC CGG AGC CAA 

YLFWSSSKKGSKDKEA ~X~~Q A Y 490 
TAT TTA TTT TGG AGT AGT AGT AAA AAG GGC TCA AAG GAT AAG GAG GCC ATT CAG GCC TAT 

SESLMTSAPKGSVLQE AKL * 510 
TCT GAA TCC CTG ATG ACA TCA GCT CCC AAG GGC TCT GTG CTG CAG GAA GCA AAA CTG TAG| ,c43 

GGTCCIGAGGACACCXnGAGCX:AGCCAGGCCIGGCCG - 727 

CX^ACTCTCCCAGCAGACAGCXCCCCAGC^ 1505 

CACGCCCTGGCACACATACACACA' 

AGGGAGAGGCTCGTC^ACAAGCACTGTTC 

TCCTGCGTCCCCTTCCTOSSGTGAC^ 2043 

A^crccAC^cccGOTGiGGTGCxrrccc^ 2122 

GGOSACTCAGTGCCCAGGCCXri^^ 

OOCTCQGAAAACAATGGAlGTCAGCACAfiGATGCCC^ 2230 

kCATCATCCTAT 2359 



\3 



nGGGTGCAGGCTTGTCCAGAC^CTCAGGGATGGAG^ 1355 
CTCXIAACCTICTCTCXaCGTGGCC^ 1564 



XGGCCTTGGTCTACCTGCCAGGCCAGGCAAAGCGO^OT -231 



ATCCXXXXX»AGTCTTOK»GG^ 

GC5ACTGAGCX33G<^CTYTYTOGCCGA^ 2438 

C3\GATTATAGGTGCCC3^GGCTGW3GTGARGRGGCCT^ 2517 

TGTGACXXTITTTCT71CTGGAATAGAA 2596 

2530 

AAAAAATGGGAAAAAAAAAAAAAAAAAAAAAAAA 




Figure 4 



LDLC difference (mM/L) 
versus 111/111 (n=35) 
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Figure 5 



LDLC difference (mM/L) 
versus i 11/111 (n=11) 
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Figure 6 



HDLC difference (mM/L) 
versus 111/111 (r>r=35) 
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Figure 7 



HDLC difference (mM/L) 
versus 111/111 (n=11) 
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Figure 8 



BMi difference versus 
111/111 (n=35) 
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Figure 9 



BM1 difference versus 
111/111 (n=11) 




